
I hereby certify that this correspondence is being deposited with the U.S. 
Postal Service as Express Mail, Airbill No. Jn an 

envelope addressed to: Commissioner (or Patents, P.O. Box 1450, 
Alexandria, VA 22315-1 450, cn the date shown below. - A ^ 



Docket No.: HO-P02086US1 



IN THE UNITED STATES PATENT AND TRADEMARK OFFICE 

In re Patent Application of: 
James R. Lupski et al. 

Application No.: 10/021,955 

Filed: December 13, 2001 Art Unit: 1637 

For: DEFECTS IN PERIAXIN ASSOCIATED WITH Examiner: S. Chunduru 
MYELINOPATHIES 

37 CFR §1.132 DECLARATION 

Commissioner for Patents 
P.O. Box 1450 
Alexandria, VA 22313-1450 

Dear Sir: 

I, James R. Lupski, M.D. PhX>„ do hereby depose and say as follows: 

1. I am a United States citizen residing at 1 1 102 Ashcroft Dr, Houston, 
TX, 77096, USA. 

2. I am an employee of the assignee of the above-referenced patent 
application, I am an inventor of said application, and I have read the contents of said 
application. 

3. I am a Professor of Molecular and Human Genetics at Baylor College 
of Medicine in Houston, Texas. I am skilled in the area of molecular genetics and disease. A 
resume describing my experience is attached to this declaration. 

The Examiner has rejected the claims in the above-referenced application under 35 
U.S.C. § 102(a) for allegedly being anticipated by Boerkoel et al. (Am. J. Hum. Genet. Vol. 
68, pages 325-333, 2001). The subject matter contained therein was material derived and 
published by myself and the other inventors, Cornelius Boerkoel and Hiroshi Takashima, less 
than a year before our priority date. The other authors on the paper were merely hands 
working under our direction or supplied materials for the experiments. Thus, given that the 
reference is a publication of our own invention, pursuant to MPEP § 715.01(c) and § 716.10 
we request removal of the rejection. 
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4. I hereby declare that all statements made herein on my own knowledge are 
true and that all statements made on information and belief are believed to be true; and 
further that these statements were made with the knowledge that willful false statements and 
the like so made are punishable by fine or imprisonment, or both under Section 1001 of Title 
18 of the United States Code and that such willful false statements may jeopardize the 
validity of the application or any patent issued thereon. 



" " ^ James R. Lupski, M.D. Ph.D. 
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CURRICULUM VITAE 

NAME: James R. Lupski 

BIRTHDATE: February 22, 1957; Hicksville, New York 

CITIZENSHIP: U.S.A. 

MARITAL STATUS: Married to Gabriella R. Gerardi, June 14, 1986 
CHILDREN: Alessandra Marie Lupski, Born: July 27, 1 989 

Marcella Dianne Lupski, Born: January 20, 1993 
Joseph John Lupski, Born: August 19, 1998 



SOCIAL SECURITY NO.: 115-52-5451 



ADDRESS: 



WEB SITE: 



Department of Molecular Phone: (713) 798-6530 office 

and Human Genetics (7 1 3) 798-653 1 lab 

Baylor College of Medicine (713) 798-3 723 Admin Coord (Betty Fernandini) 

One Baylor Plaza, Room 609E (7 1 3) 605-8989 1 5773 (beeper) 

Houston, Texas 77030 (713) 728-0344 home 

Email: jlupski@bcm.tmc.edu 

http://wvm.imgen.bcm.tmc,edu/molgen/lupski/ 
http://ww\v.imgen.bcm.tmc.edu/molgen/lupski/sms/Index-SMS.htm 



EDUCATION 
DEGREE 

B.A. 
M.S. 
Ph.D. 
M.D. 



INSTITUTION 

New York University 
New York University 
New York University 
New York University 
CLINICAL TRAINING: 
Residency Baylor College of Medicine 
Fellowship Baylor College of Medicine 



DATE AWARDED 

1979 
1983 
1984 
1985 

1986-1989 
1989-1991 



FIELD 

Chemistry and Biology 
Biochemistry 

Biochemistry/Molecular Biology 
Medicine 

Pediatrics 
Medical Genetics 
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PROFESSIONAL MEDICAL LICENSURES: 

New York State Medical License (license number: 177352; February 7, 1989-present; inactive) 
Texas State Medical License (license number: H5185; February 24, 1989-present; active) 



BOARD CERTIFICATIONS: 

National Medical Board Delegate, 1986 

Board Certified: Diplomate of the American Board of Pediatrics, 1989-1996 
-Recertification, American Board of Pediatrics, 1 997-2003 

Fellow of the American Academy of Pediatrics, 1991 -present 
(Member of Genetics Section, AAP) 

Board Certified: Diplomate of the American Board of Medical Genetics, 1 993-2003 

- Clinical Geneticist 

- Clinical Molecular Geneticist 

- Recertification, American Board of Medical Genetics, 2002-20 1 2 
Fellow of the American College of Medical Genetics, 1 994-present 

RESEARCH INTEREST: 

Determine the molecular mechanisms for disease using molecular biological, genomic, and human 
genetic approaches to investigate clinical phenotypes. 



PROFESSIONAL EXPERIENCE: 

Cullen Professor of Molecular and Human Genetics, and Professor of Pediatrics, Baylor College of 
Medicine, 1995-present. 

Adjunct Appointment as Associate Professor (1993-1995), and as Professor (1995-present), Department 
of Microbiology and Molecular Genetics, The University of Texas Health Science Center at Houston. 

Associate Professor with tenure (1992-1995), Assistant Professor (1989-1992), Research Assistant 
Professor (1986-1989), Institute for Molecular Genetics (Dr. C. Thomas Caskey, Chairman) (Department 
of Molecular and Human Genetics as of January, 1994; Dr. Arthur L. Beaudet, Chairman), and 
Department of Pediatrics (Dr. Ralph D. Feigin, Chairman), Baylor College of Medicine. 

Attending Pediatrician and Medical Geneticist: Texas Children's Hospital, and Ben Taub General 
Hospital, Houston, TX 1991-present. 

Consulting Geneticist: St. Luke's Episcopal Hospital, Texas Women's Hospital, The Methodist Hospital, 
Veteran's Administration Hospital and St. Joseph's Hospital, Houston, TX 1991-present. 

Graduate Faculty Member in Neurobiology of Disease Graduate Program, Baylor College of Medicine, 
1995-present. 
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Graduate Faculty Member in Graduate Program in Cell and Molecular Biology, Baylor College of 
Medicine, 1989-present 

Visiting Physician, Indian Health Service, Fort Defiance Indian Hospital, Fort Defiance Arizona, October, 
1988. 

Guest Professor, Center for Advanced Molecular Biology, University of the Punjab, New Campus, 
Lahore, Pakistan, February 1986 

Research Assistant Professor, Faculty position in the Biochemistry Department (Dr. G. Nigel Godson, 
Chairman), at New York University Medical Center, 1985-1986. 

Medical Scientist in Training with Professor G. Nigel Godson, New York University Medical Center, 
Biochemistry Department, 1979-1985. 

Graduate Student with Dr. Ahmad I. Bukhari, Cold Spring Harbor Laboratories, Summer 1979. 
Teaching Fellow, Chemistry Department, New York University, 1978-1979. 

Undergraduate Research Participant (URP) with Dr. Ahmad I. Bukhari, Cold Spring Harbor Laboratories, 
Summer 1978. 



SPECIAL COURSES: 

Participant, Cold Spring Harbor Laboratory Course "Introduction of Macromolecules into Mammalian 
Cells." Instructors: Mario Capechi and Richard Mulligan, Summer 1982. 

Participant, Cold Spring Harbor Laboratory Course "Genetic Approaches to Human Disease Using DNA 
Markers." Instructors: Eric Lander and David Page, Summer 1990. 

Participant, The Johns Hopkins Medical School and The Jackson Laboratory Course "The 38th Annual 
Short Course in Medical and Experimental Mammalian Genetics." Organizers: 
V. McKusick, D. Valle, J. Naggert and P. Nishina. July 1997. 

Participant, Rice University "Advances in Tissue Engineering." Organizer: Antonios G. Mikos, August 
2001. 



POSITIONS HELD: 

Visiting Scientist, Wellcome Trust Sanger Institute. Hinxton, UK. June 2004- July 2005 

Clinical Observer, Department of Medical Genetics, Addenbrookes Hospital, 
Cambridge, UK. June 2004-July 2005. 

Scientific Committee, Telethon Italy Foundation, 2004-2008. 

Medical Director, Bacterial BarCodes, Inc., 2000-2004. (http://www.bacterialbarcodes.com) 
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European Molecular Genetics Quality Network (EMQN) External Quality Assessment (EQA) Scheme 
organisers, expert assessors and best practice organisers. 2000-2002. 

International Advisory Committee, International Symposium on Signal Transduction in Health and 
Disease (STADY). Sponsored by N.LH., U.S.A. and Tel Aviv University, Israel. 2000-2002. 

E. Mead Johnson Award Selection Committee, Society for Pediatric Research, 2000-2002. 

Editorial Committee The Health Channel™ (Genetics Section), Baylor College of Medicine. 1997-1998. 

Moderator for Medical Genetics modules of Cyberounds™ [interMDnet Corporation], internet address 
( http://www.cvberounds.com) , 1996-present 

March of Dimes Birth Defects Foundation, Scientific Review Committee. 1997-2002. 
Director, National Eye Institute predoctoral training grant, 1994-2000. 
Director, 1993-present; Co-Director, 1990-1993. 

National Institutes of Health Medical Scientist Training (M.D.-PhD.) Program at Baylor College of 
Medicine. 

Participant, SCIENCE-BY-MAIL Program of Houston Children's Museum. 

This program pairs a scientist with a grammar school class to guide students through experiments and 
their interpretation, 1993-1995, 1999. 

Board of Directors 

Bacterial BarCodes, Inc. 2000-2004. 

American Society of Human Genetics, 2000-2002 
Scientific Advisory Boards 

Spectral Genomics, Inc., Chairman, 2003-present. 

BCM (Baylor College of Medicine) Technologies, Inc. 1999-present. 

Bacterial BarCodes, Inc. 2000-2003. 

The Wills Foundation, 1 997-200 1 . 

Editorial Boards 

The American Journal of Human Genetics, 1995-1997 
Neuron, 1997-2000 

Genomics, Associate Editor, 2000-2003. 

Neurogenetics, 1997-1999; American Editor 1999-present 

Annual Review of Genomics and Human Genetics, 2004-present. 
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Professional Advisory Boards 

The Monarch School for gifted and challenged children, Houston, Texas. 1997-present. 

Arbor School for children with special needs, Houston, Texas. 2002-present. 

Medical Advisory Boards 

Familial Dysautonomia Foundation, 2001 -present. 
Medical and Research Advisory Board PRISMS 

(Parents and Researchers Interested in Smith-Magenis Syndrome), 1993-present. 

Medical and Research Advisory Board, CMT International, 1990-present. 
Medical Advisory Board, CMT Association 

(formerly the National Foundation for Peroneal Muscular Atrophy [NFPMA]), 1990-present. 

Advisory Board for Inborn Errors of Metabolism, King Faisal Specialist Hospital and Research Centre, 
Riyadh, Saudi Arabia, 1 995 . 

CONSULTANT: 

Athena Diagnostics (formerly, Genica Pharmaceuticals Corporation); Worcester, MA., 1993-present. 

Council of Healthcare Advisors 

The Frischer-Dambra Corporation. 

Silicon Valley Expert Witness Group, Inc. 

SCIENTIFIC COFOUNDER: 

Bacterial BarCodes, Inc. (Incorporated May 1999; acquired by Spectral Genomics March 2004) 

The company provides DNA fingerprinting of microorganisms for strain identification and molecular 
epidemiological studies. BBCI applies the patented rep-PCR technology and also provides access to 
databases of DNA fingerprints from important bacterial species and strains. 

CURRENT GRANTS: 

National Institute of Child Health and Human Development. P01 HD39420 

Principal Investigator for project entitled "Chromosome Rearrangements and Mental Retardation." 

Project I "Molecular Mechanism of Recurrent Rearrangements" - P.L: Bernice Morrow 

Project II "Molecular Mechanism for Smith-Magenis Syndrome and its Recombination Reciprocal" 

-P.L: James R. Lupski 
Project III "Telomere Integrity of de novo Terminal Deletions" - P.L: Lisa G. Shaffer 
Project IV "Evolution of Primate Genome Sequence Resulting in Susceptibility to Chromosome 

Rearrangements" - P.L: David Nelson 
Administrative Core - P.L: James R. Lupski 
FISH Core - P.L: James R. Lupski; Co-P.L: Pawel Stankiewicz 
DNA Sequencing Core - P.L: David Nelson 
Funded 04/01/01-03/31/06 
Direct Costs: $4,396,304 
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National Institute of Neurological Disorders and Stroke R01 NS27042 

Principal Investigator for project entitled, "CMT peripheral neuropathy: IV. Genes and Pathogenesis." 
Funded 01/01/02 -12/31/05 
Direct Costs: $1,344,349 

National Eye Institute R01 EY13255 

Principal Investigator for project entitled "ABCR, macular dystrophies and degeneration" 
Funded 11/1/01 -10/31/06 
Direct Costs: $1,717,762 

National Institute of Dental and Craniofacial Research 

Principal Investigator for project entitled "Molecular basis of the craniofacial anomalies in SMS" 
Funded 02/01/03-01/31/07 
Direct Costs: $ 1 ,000,000 

National Eye Institute R01 EY1 1780 

Principal Investigator: Bassem A. Bejjani; Co-Investigator: James R. Lupski for project entitled, "A 
genetic approach to the role of CYP1B1 in PCG" 
Funded 12/01/00 - 11/30/05 
Direct Costs: $1,250,000 



National Institutes of General Medical Sciences, 2T32GM07330-24 
Program Director for Medical Scientist Training Program 
Funded 07/0 1/00 - 06/30/05 
Direct Costs: $3,741,510 



John B. Carter Foundation 

Principal Investigator for project entitled, "Fingerprinting bacteria using repetitive sequence based PCR" 
Funded 07/0 1/02 - 06/30/04 
Direct Costs: $40,000 

Current direct cost funding to the laboratory (exclusive of training grants) = $9,748,915. 

Previous awards total 3 1 grants including 9 from the National Institutes of Health (3 NINDS, 2 NEI, 1 NCI, 1 
NICHD, 1 NIGMS, and 1 BRSG), 6 from the Muscular Dystrophy Association, 3 from the Foundation Fighting 
Blindness, 1 from the Steinbach Foundation, 1 from the March of Dimes, 2 from Abbott Laboratories, 1 from 
Ross Laboratories, 1 from the Pew Scholars Program, and 1 from the National Science Foundation with a total 
direct cost = $10,165,22. 



PATENTS, INVENTIONS, AND COPYRIGHTS: 

1. "Antisense oligonucleotide antibiotics complementary to the macromolecular synthesis operon, methods 
of treating bacterial infections and methods for identification of bacteria" 
Filed with United States Patent and Trademark Office: July 5, 1988 
Serial No.: 215,135 
Inventor: James R. Lupski 
Australia Patent No. 633495; term is sixteen years from July 5, 1989 
Continuation-in-Part (C.I.P.) filed: August 23, 1990 
Serial No.: 07/572,191 
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Inventors: James R. Lupski and Leonard Katz (Abbott Laboratories) 
United States Patent No. 5,294,533; term is seventeen years from March 15, 1994. 

Filed with European patent Office: June 30, 1989; priority claimed July 5, 1988 

Application No. 8990967 1 .3 
European Patent No. 0424473; issued May 8, 1996, term is twenty years from filing date of June 3, 1989 
Canadian Patent No. 1,340,796; issued October 19, 1999 
Canadian Patent No. 2,048,450; issued June 13, 2000 

Licensee: Abbott Laboratories, Abbott Park, IL. 

2. "Molecular diagnosis of autosomal dominant Charcot-Marie-Tooth disease" 

Filed with United States Patent and Trademark Office: June 6, 1991 
. Serial No.: 07/711,615 

Inventors: James R. Lupski, Pragna I. Patel, Roberto Montes de Oca-Luna, Odila Saucedo-Cardenas 
United States Patent No. 5,306,616; term is seventeen years from April 26, 1994. 
Licensee: Athena Diagnostics (formerly Genica Pharmaceuticals), Worcester, MA. 

3. "Fingerprinting bacterial strains using repetitive DNA sequence amplification" 

Filed with United States Patent and Trademark Office: October 23, 1 99 1 
Serial No.: 08/248,848 

Inventors: James R. Lupski, James Versalovic, Thearith Koeuth 
United States Patent No. 5,523,217; term is seventeen years from June 4, 1996 

Continuation-in-Part (CLP.) filed August 24, 1993 
United States Patent No, 5,691,136; term is seventeen years from November 25, 1997 
European Patent No. 0610396; issued January 17, 2001,; term is twenty years from filing date 

October 21, 1992 
German Patent No. 69231646.9-08; issued January 17, 2001 

Licensee: Bacterial BarCodes, Inc. 

4. "Peripheral myelin protein coding sequence and method" 

Inventors: Pragna I. Patel and James R. Lupski (Baylor College of Medicine), Ueli Suter, G. 

Jackson Snipes, Marino DeLeon, and Eric Shooter (Stanford University), Andrew 
Welcher (Amgen) 

United States Patent No. 5,599,920; term is seventeen years from February 4, 1997 
Licensee: Amgen, Inc., Thousand Oaks, CA. (Therapeutics) 
Athena Diagnostics, Worcester, MA. (Diagnostics) 

5. "DNA diagnosis of Hereditary Neuropathy with Liability to Pressure Palsies (HNPP) using CMT1A- 
REP probes" 

Continuation-in-Part (CLP.) filed: September 30, 1993 
Serial No: 08/129,902 

Inventors: James R. Lupski, Liu Pentao, Benjamin B. Roa, Nacer E. Abbas, Pragna I. Patel 
United States Patent No. 5,780,223; term is seventeen years from July 14, 1998. 
Licensee: Athena Diagnostics, Worcester, MA. 

6. "Methods for screening for agents that delay a cell cycle and a composition comprising an analogue of 
wild-type Era" 

Filed with United States Patent and Trademark Office: August 20, 1 996 

Inventors: James R. Lupski, Robert A. Britton (Baylor College of Medicine), Donald L. 

Court, Bradford S. Powell (ABL-Basic Research Program, National Cancer Institute) 
United States Patent No. 6,132,954; term is seventeen years from October 19, 2000. 
Licensee: Pending 
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7. "Nucleic acid and amino acid sequences for ATP-binding cassette transporter and methods of screening 
for agents that modify ATP-binding cassette transporter" 

Filed with United States Patent and Trademark Office: February 27, 1997 
Inventors: Mike Dean, Rando Allikmets (NCI-FCRDC); 

Mark Leppert, Nanda Singh (University of Utah); 

Richard A. Lewis, James R. Lupski, Noah F. Shroyer, 

Yixin Li, Kent L. Anderson (Baylor College of Medicine); 

Jeremy Nathans, Hui Sun, Amir Rattner, 

Philip Smallwood (Johns Hopkins University School of Medicine) 
United States Patent No. 6,713,000; term is seventeen years from March 30, 2004. 
Licensee: Merck and Company, Inc., Rahway, N J. 

Active Pass Pharmaceuticals, Inc. Vancouver, British Columbia, Canada. 
Prime Biotech, Paris, France 
EGene International, Forest City, CA 
Asper BioTech Ltd., Tartu, Estonia 

8. "Defects in MKKS related to obesity, retinal dystrophy and renal malformations associated with Bardet- 
Biedl syndrome" 

Filed with United States Patent and Trademark Office: August 29, 2000 

Inventors: Nicholas Katsanis, Richard A. Lewis, James R. Lupski (Baylor College of Medicine) 
Phillip L. Beales (University College, London, UK) 

Michael O. Woods, Jane S. Green, Patrick S. Parfrey, William S. Davidson (University of 
Newfoundland, Canada) 
. Licensee: Pending 

9. "Periaxin mutations cause Charcot-Marie-Tooth disease and related neuropathies" 

Filed with United States Patent and Trademark office: December 1 3, 2000; 
Filed PCT Application in Canada and Japan: PCT/US01/48935, December 1 3, 2001 
Inventors: James R. Lupski, Cornelius F. Boerkoel HI, Hiroshi Takashima 
Licensee: Athena Diagnostics, Worcester, MA. 

10. "Molecular diagnosis of Smith-Magenis or del(17)(pl 1 .2) microdeletion syndrome" 

Inventors: Pragna I. Patel, James R. Lupski, Frank Greenberg 
Licensee: Oncor, Gaithersburg, MD. 

1 1 .. "FU probes for FISH detection of SMS deletion" 

Inventors: James R. Lupski, Lisa G f Shaffer, Ken-Shiung Chen, Hugh D. Campbell 
Licensee: CytoCell Limited, Oxfordshire, United Kingdom 

12. "PZP probes for FISH detection of Pelizaeus-Merzbacher disease (PMD) duplications" 

Inventors: James R. Lupski, Lisa G. Shaffer, Ken Inoue, A.S. Spikes 
Licensee: Pending 

13. "EGR2 transcription factor gene mutations associated with human myelinopathies" 

Inventors: James R. Lupski, Laura E. Warner, Cornelius Boerkoel 
Licesnsee: Athena Diagnostics, Worcester, MA. 

14. "SOX10 and dysmyelinating disease" 

Inventors: James R. Lupski and Ken Inoue 
Licensee: Pending 
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15. "An in silico subtraction method for the identification of tissue-specific genes" 

Copyright: Nicholas Katsanis, Kim C Worley, James R. Lupski and Pamela Culpepper 
Filed with Register of Copyrights, Library of Congress: November 8, 1999 
United States Copyright: TXul-005-729; Registered May 11, 2001 
Licensee: Pending 



TEXAS CHILDREN'S HOSPITAL GENERAL CLINICAL RESEARCH CENTER PROTOCOLS: 

1 . A Correlated Clinical, Cytogenetic, and Molecular Genetic Analysis of del(17)(pl 1 .2) Patients with 
Smith-Magenis Syndrome; 1990-2000. 

Pi.: James R. Lupski, M.D./Ph.D. 

Associate Investigators: Lorraine Potocki, M.D.; Richard A. Lewis, M.D., M.S.; Daniel Glaze, M.D.; 

Frank Brown, M.D., Ellen Friedman, M.D., Marcelle Sulek, M.D. 

2. Construction of a Human Peripheral Nerve Specific cDNA Library to Identify Candidate Charcot-Marie- 
Tooth Disease Genes and Establish a Peripheral Nerve EST Database; 1990-present. 

P.L: James R. Lupski, M.D./Ph.D. 

Associate Investigator: Dawna L. Armstrong, M.D. 

GRANT REVIEWER: 



National Science Foundation, International Programs 

Veteran's Administration, Medical Research Service, Merit Review System 

National Institutes of Health, ad hoc Review Committee for Bacteriology and Mycology-1 Study Section 
National Institute of Neurological Disorders and Stroke, N.I.H. ad hoc for Neuroscience Program Project 
Grants 

National Science Foundation, ad hoc for Microbial Genetics 
Israeli Science Foundation 

Medical Research Council, Canada, ad hoc reviewer for Human Genetics 
Belgian National Fund for Scientific Research (NFSR) 
Italian Telethon 

Biotechnology and Biological Sciences Research Council, United Kingdom 
The Wills Foundation, Houston, Texas 

National Institutes of Health, Medical Scientist Training Program ad hoc for site visit 
Muscular Dystrophy Association of Canada 

University of Antwerp, Belgium, Special Research Fund-New Research Initiatives. 

The Netherlands Organization for Scientific Research (CMR-NWO), Council for Medical Research 

National Eye Institute, N.I.H. ad hoc for Clinical Research Study Section 

The Wellcome Trust, United Kingdom, ad hoc for Training Fellowships 

Medical Research Council, United Kingdom, ad hoc for Senior Non-Clinical Fellowship 

National Institutes of Health, ad hoc Mammalian Genetics Study Section 

Foundation Fighting Blindness 

March of Dimes Birth Defects Foundation 

National Institutes of Health, ad hoc Visual Sciences A Study Section 
Association Francais contre les Myopathies (AFM) 
Human Frontier Science Program 

Medical Research Council, United Kingdom, ad hoc for Molecular and Cellular Medicine Board 

United States - Israel Binational Science Foundation 

The Fund for Scientific Research - Flanders, Belgium (FWO) 

The Wellcome Trust, United Kingdom, ad hoc for Molecular and Cell Biology Grant 

Austrian Science Fund, Hertha-Firnberg Fellowships 

National Institutes of General Medical Sciences, N.I.H. Special Emphasis Panel 
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Innovation Oriented Research Program (IOP) on Genomics, The Netherlands. 
Civilian Research and Development Foundation (CRDF), Science Center Programs 

of the U.S. Department of State 
Italian Ministry for University and Research 

The Netherlands Organization for Scientific Research (NWO) special program in genomics research. 
National Institute of Neurological Disorders and Stroke ad hoc for Special Emphasis Panel ZNS1 SRB-5 
Familial Dysautonomia Foundation 

The Hospital for Sick Children Foundation. Toronto, Ontario, Canada. 
Genome Canada 

European Commission, 6 th Framework Programme (FP6), Life Sciences: Genomics 

and Biotechnology for Health. 
Medical Research Council, ad hoc for Career Development Awards, United Kingdom 

NIH STUDY SECTION MEMBER: 

Biomedical Research Training - II; NIGMS 2000-2003. 
Developmental Biology Subcommittee; NICHD, 2004-2007. 

PEER REVIEWER: 

American Journal of Clinical Investigation 

American Journal of Human Genetics 

American Journal of Medical Genetics 

Annals of Neurology 

Biochimica et Biophysica Acta 

BioMed Central ; 

BioTechniques 

Brain 

Canadian Journal of Microbiology 

Circulation 

Clinical Chemistry 

Clinical Genetics 

CI inical Infectious Diseases 

European Journal of Human Genetics 

European Journal of Infectious Diseases 

Gene 

Genes Chromosomes and Cancer 

Genetics in Medicine 

Genome Biology 

Genome Research 

Genomics 

Human Genetics 

Human Molecular Genetics 

Human Mutation 

Infection Control and Hospital Epidemiology 
Investigative Ophthalmology and Visual Sciences (IO VS) 
Journal of the American Medical Association 
Journal of Bacteriology 
Journal of Biological Chemistry 
Journal of Clinical Investigation 
Journal of Infectious Diseases 
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Journal of Medical Genetics 
Journal ofNeuroscience 
Journal of Neuroscience Research 
Journal of the Peripheral Nervous System 
Lancet 

Mammalian Genome 
Mayo Clinic Proceedings 

Mental Retardation and Developmental Disabilities Research Reviews 

Microbiology and Molecular Biology Reviews 

Microscopy Research and Technique 

Molecular Biology and Evolution 

Molecular and Cellular Neuroscience (MCN) 

Molecular and Cellular Probes 

Mutation Research 

Nature Reviews Genetics 

Nature Genetics 

Neurobiology of Disease 

Neurogenetics 

Neuron 

Neuroscience Letters 
Oncogene 
Pediatrics 
PLoS Biology 
Prenatal Diagnosis 

Proceedings of the National Academy of Sciences U.S.A. 

PCR Methods and Applications 

Science 

Trends in Genetics 
PATENT EVALUATOR: 

Expert Opinion in Therapeutic Patents 
PROFESSIONAL MEMBERSHIPS: 

Genetics Society of America 

American Association for the Advancement of Science 

American Society of Human Genetics 

American Society for Microbiology 

American Academy of Pediatrics 

American Federation for Medical Research 

Harris County Hospital Society 

Texas Medical Association 

Southern Medical Association 

New York Academy of Sciences 

American Medical Association 

New York State Medical Society 

United States Chess Federation 

New York State Chess Association 
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PROFESSIONAL SOCIETY ACTIVITIES: 

Co-organizer and Co-convener with Dr. George Weinstock of session entitled, "Analysis of prokaryotic 
genomes" at the American Society for Microbiology, 1992 Annual Meeting, New Orleans, Louisiana, 
May 1992. 

Co-organizer and Co-convener with Dr. Akio Ohnishi of Workshop No. 26 entitled, "Molecular genetics 
of inherited peripheral neuropathies including Charcot-Marie-Tooth disorders" at The VIII International 
Congress on Neuromuscular Diseases, Kyoto, Japan, July 1994. 

Abstract reviewer, American Society of Human Genetics 1995 Annual Meeting. 

Co-chair with Professor Dr. Christine van Broeckhoven of the 5th European CMT Consortium, London, 
England, April 14, 1996. 

Nominating Committee for Board of Directors of the American Board of Medical Genetics, 1997. 

Organizer of Symposium entitled "Region specific repeats and chromosomal rearrangements." American 
Society of Human Genetics, 1998 Annual Meeting, Denver, Colorado, October 1998. 

Abstract reviewer, American Society of Human Genetics 2001 Annual Meeting. 

Oral History Committee, American Society of Human Genetics, 2002-present. 

Nominating Committee, American Society of Human Genetics, 2004. 



SERVICE: 

Departmental 

Glassware Facility Committee 1990-present 
Promotions Committee 1995-present 
Chairman Advisory Committee 1995-present 
Diagnostic Laboratory Committee 1 995-2000 
Chair, Physician-Scientist Search Committee, 

Department of Molecular and Human Genetics 1 995-1 998 
Departmental Seminar Committee 1 999-200 1 
Chair, Physician-Scientist Search Committee 

Department of Molecular and Human Genetics 2001 

College 

Faculty Search Committee, Ophthalmology Department 1994 - 1995 
Advisory Committee on Research Ethics, Center for Medical 

Ethics and Health Policy 1995-1997 
Search Committee, Director of Center for Gene Therapy 1995-1996 
Program Development Committee for Baylor College of Medicine Vision 2000, 1996. 
Internal Scientific Review Committee for Department of Obstetrics and Gynecology, 1997. 
Pediatric Research Committee, Department of Pediatrics, 1997-1998 
Departmental Research Advisory Committee, Department of Otorhinolaryngology 

and Communicative Sciences, 1997-1999 
Faculty Appointments and Promotions Committee, 1997-present. 
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Advisory Board Children's Health Research Center, 1997-present. 

Selection Committee for Michael E. DeBakey, M.D. Excellence in Research Awards; 1999, 2001. 
Incentives and Compensation Principles Task Planning Group, 1999 
Statistical Genetics Recruitment Committee, 2000 
Distinguished Educator Award Committee, 2000-present 
Department Planning and Chair Review Committee 2001 -present 

CLINICAL RESPONSIBILITIES/PRIVELEGES (1991-present; clinical sabbatical 1998-1999 academic year) 

Prenatal Genetics consultation service, 8-10 weeks/year (1991-1997) 

General Pediatrics ward attending at Ben Taub General Hospital, 1 month/year (1991-1998) 

Neurofibromatosis Multidisciplinary Clinic, X A day/month (1991-2000) 

Genetics In-patient consultation service, 5-8 weeks/year (1991-present) 

General Genetics Clinic, Texas Children's Hospital 14 day/week (1991-present) 

General Genetics Clinic, Ben Taub General Hospital X A day/month (1991-present) 

ELECTED SOCIETIES: 

Society for Pediatric Research (Elected 1992) 

Fellow, American Association for the Advancement of Science, (Elected September 20, 1996). 
American Society for Clinical Investigation (Elected 1998) 
Institute of Medicine of the National Academies of Science (Elected 2002) 
HONORS: 

Barbara Bowman Distinguished Texas Geneticist Award 2004, Texas Genetics Society. 
Texas Academy of Science, Engineering and Medicine, 2004. 

Curt Stern Award 2002, American Society for Human Genetics recognizing most significant achievement 
in human genetics in previous decade for delineating concept of genomic disorders. 

John B. Carter, Jr. Family Tehnology Innovation Award 2002, for cofounding Bacterial BarCodes, Inc. 
based on the patented rep-PCR bacterial DNA fingerprinting technology. 

Outstanding Investigator Award in Clinical Science for 2001, American Federation for Medical Research, 
for studies on the molecular genetics of inherited neuropathies. 

The Solomon A. Berson Medical Alumni Achievement Award in Basic Science, New York University 

School of Medicine, April 2000. 

This award is named since 1979 for Dr. Solomon A. Berson, NYU class of '45, whose contributions to 
the development of radioimmunoassay have led to enormous progress in basic sciences and clinical 
disciplines. Given since 1954 previous awardees include Jonas Salk, Albert Sabin and Eric Kandel. 

Sackler Visiting Professor, Tel Aviv University, Israel, November 1999. 
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E. Mead Johnson Award for Pediatric Research 1 998, The Society for Pediatric Research, for 
investigation of the molecular genetics of Charcot-Marie-Tooth disease and related demyelinating 
neuropathies. 

Awarded since 1939 to honor laboratory and clinical research achievements in pediatrics. Previous 
awardees include Albert Sabin and Benjamin Spock. 

DeBakey Research Award 1997 coawardee Dr. Richard A. Lewis for investigation of the molecular 
genetics of macular degeneration. 

Alpha Omega Alpha (AO A) New York University School of Medicine Outstanding Alumni Award, 
1995. 

Endowed Chair, Cullen Professor, in the Department of Molecular and Human Genetics, 1995 -present. 

Charcot-Marie-Tooth Association: The Distinguished Research Award for Outstanding Contributions to 
the Understanding of the Genetics of Charcot-Marie-Tooth Disorders. October 2, 1993. 

American Federation for Clinical Research (AFCR) Southern Section Young Clinical Investigator 
Award, 1991 

PEW Scholar in Human Genetics 1990-1994 

Abbott Laboratories, Young Investigator of the Year Award 1989 

Young Investigator Award, American Society for Microbiology Interscience Conference on 
Antimicrobial Agents and Chemotherapy (ICAAC) 1988 

Inducted into the Hicksville Hall of Fame, June 21, 1987 



TEACHING EXPERIENCE: 

Undergraduate course lecturer in: Inorganic Chemistry, Cell Biology. 

Graduate course lecturer in: Molecular Biology, Scientific Journalism, Human Genetics, Prokaryotic 
Genetics, Medical Genetics, Advanced Topics in Genetics. 

Course coordinator for "Prokaryotic Genetics" course in Baylor College of Medicine Graduate School 
1991-1993 and "Microbial Genetics" 1994-1996. 

Baylor Laboratory Training Program Workshop, Lecturer 1993, 1994. 

Baylor Pediatric Postgraduate Symposium 1994. 

High School for the Health Professions Annual Science Symposium "Implications of the human genome 
project for patient care and the practice of medical genetics" 1996. 

Introduction to Academic Medicine, Lecture course for Clinical Fellows in Department of Pediatrics. 
Course lecturer on Molecular Biology 1996-2000. 



14 



August 24, 2004 



POSTDOCTORAL TRAINEES: 



Past Trainees 


Years 


Independent Funding 


Current Position 


Brunella Franco, M.D. 
(co-sponsored with Dr. P.I. 
Patel) 


1989- 
1991 


Muscular Dystrophy Assoc. 
(MDA) 


Sr. Scientist, Telethon Institute of 
Genetics & Medicine (TIGEM), 
Milano, Italy 


Vito Guzzetta, M.D. 
(co-sponsored with Dr. P.I. 
Patel) 


1990- 
1991 


Muscular Dystrophy Assoc. 
(MDA) 


Sr. Scientist, Dept. of Pediatrics, 
Federico II University, Naples, Italy 


Carol Wise, Ph.D. 


1991- 
1992 




Asst. Prof., UT-SW, Dallas, TX 


Charles Woods, M.D. 


1991- 
1992 




Assoc. Prof., Wake Forest University 
School of Medicine, Winston-Salem, 
NC 


Paul Georghiou, M.D. 


1991- 
1993 




Asst. Prof., Wesley Medical Center, 
Auchenflower, Queensland, Australia 


Nacer Abbas, Ph.D. 


1992- 
1994 


Muscular Dystrophy Assoc. 
(MDA) 


Groupe Hopitaher Pitie-Salpetnere, 
Paris, France 


Benjamin Roa, Ph.D. 


1991- 
1994 


Muscular Dystrophy Assoc. 
(MDA) 


Asst. Prof., Molecular & Human 
Genetics, BCM, Houston, TX 


Tatsufumi Murakami, 
M.D., PhD. 


1994- 
1996 


Muscular Dystrophy Assoc. 
(MDA) 


A ■ T\ A? Tr a. T T * * j 

Assoc. Prof., Kumamoto University 
School of Medicine 


Qi Zhao, Ph.D. 


1996- 
1997 




Postdoctoral Fellow, NIH, NCI, 
Bethesda, MD 


Yixin Li, Mt.D., Ph.D. 


1996- 
1998 




Scientist, Applied Biosystems 


Ken-Shiung Chen, Ph.D. 


1992- 
1998 




Asst. Prof., University of Singapore, 
Taiwan, China 


Lawrence Reiter, Ph.D. 


1997- 
1999 


Charcot-Mane-Tooth Assoc. 
(CMTA) 


Postdoctoral Fellow, UCSD, San 
Diego, CA 


Lorraine Potocki, M.D. 


1995- 
1999 


NTH NICHD (K08 HD01 149) 


Asst. Prof., Molecular & Human 
Genetics, BCM, Houston, TX 


Bassem Bejjani, M.D. 


1995- 
1999 


NIHNRSA 

NIH NEI (K08 EY00375) 


Res. Prof., Washington State 
University, Spokane, WA, 


Sung Sup Park, M.D., 
Ph.D. 


1999- 
2000 


Korean Fellowship 


Prof., Seoul National University 


David Stockton, M.D. 


1995- 
2001 


Daland Fellowship & Am. 
Philosophical Society 
Knight Templar Eye Fnd 
NIH NEI (K08 EY00375) 


A C •» M 1 1 O XT 

Asst. Prof., Molecular & Human 
Genetics, BCM, Houston, TX 


Cornelius F. Boerkoel, III, 
M.D., Ph.D. 


1998- 
2001 


NIH NEDDK (K08 DK02738) 


Asst. Prof., Molecular & Human 
Genetics, BCM, Houston, TX 


Nicholas Katsanis, Pn.D. 


1997- 
2002 


March or Dimes 


Asst. rrol., Johns Hopkins school ot 
Medicine, Baltimore, MD 


Hiroshi Takashima, M.D., 
Ph.D. 


2000- 
2002 


Charcot-Marie-Tooth Assoc. 
(CMTA) 


Asst. Prof., Kagoshima University, 
Kagoshima, Japan 


Keiko Wakui, Ph.D. 


2002- 
2003 




Division of Medical Genetics, 
Shinshu University School of 
Medicine, Asahi, Matsumoto, 
Nagano, Japan 
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Ken Inoue, M.D., Ph.D. 


1997- 
1999 
2000- 
2003 


Charcot-Marie-Tooth Assoc. 
(CMTA) 

Muscular Dystrophy Assoc. 


Division Head, Dept of Mental 
Retardation and Birth Defect 
Research, National Institute of 
Neuroscience, National Center of 
Neurology and Psychiatry, 
Tokyo 187-8502, Japan 


Alexander Yatsenko, 
M.D., Ph.D. 


1999- 
2004 


Fight for Sight, Prevent 
Blindness America 
ARVO/Novartis Ophthalmies 
Research Fellowship 


Postdoctoral Fellow, Dept. 
Pathology, Baylor College of 
Medicine 


Kinga Szigeti, M.D. 


2002- 
2004 


Muscular Dystrophy 
Association (MDA) 






Current Trainees 


Years 


Independent Funding 


Katherina Walz, Ph.D. 


1999- 
present 




Pawel Stankiewicz, M.D., 
Ph.D. 


1999- 
present 




Weimin Bi, Ph.D. 


2000- 
present 




G. Mustafa Saifi, Ph.D. 


2001- 
present 


Charcot-Marie-Tooth Association (CMTA) 


Wojciech Wiszniewski, 
M.D., Ph.D. 


2003- 
present 




Naohiro Kurotakij M.D., 
Ph.D. 


2003- 
present 





PREDOCTORAL TRAINEES: 



James Versalovic; Cell and Molecular Biology Program and N.I.H. Medical Scientist Training Program 1989- 
1994; Ph.D. 1994, M.D. 1995. "Evolution of the macromolecular synthesis operon and analysis of bacterial 
primase". 

N.I.H. individual predoctoral fellowship. 

Winner of The BF Goodrich Collegiate Inventors Program, 1992 Inventor of the Year. 

Student/ Advisor Award ($7,500) for invention entitled, "Fingerprinting microorganisms using 

repetitive DNA sequence amplification". 
Winner of the 1993 Sheard Sanford Medical Student Award from the American Society of Clinical 

Pathologist. 

Current Position: Assistant Professor, Baylor College of Medicine 
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Kent Anderson; Institute for Molecular Genetics and N.I.H.. Medical Scientist Training Program 1990-1996; 
Ph.D. 1996, M.D. 1998. "Towards the isolation of genes for recessively inherited ocular disorders: Bardet- 
Biedl syndrome, Leber congenital amaurosis, primary congenital glaucoma, and Stargardt disease". 
N.E.I, predoctoral training grant fellowship. 
Current Position: unknown 



Robert Britton; Cell and Molecular Biology Program, 1991-1996; Ph.D. 1996. "Suppressor analysis of E. coli 
dnaG mutations". 

Winner of 1994 O.B. Williams Award, Texas Branch American Society for Microbiology 
Current Position: Assistant Professor, Michigan State University 

Larry Reiter; Cell and Molecular Biology Program, 1994-1998; Ph.D. 1998. "Homologous recombination at the 
CMT1 A duplication/HNPP deletion locus: Mapping of a hotspot for unequal crossing over events." 

1996 Boehringer Ingelheim Fonds Travel Award to perform experiments for two months in Dr. Bernd 
Rautenstraug's laboratory at the Institute of Human Genetics, Erlangen-Niirnberg, Germany and two 
weeks at Prof. Dr. Christine van Broeckhoven's Neurogenetics Laboratory of the University of 
Antwerpen, Belgium. 

Claude W. Smith award for outstanding research performance in the Cell and Molecular Biology 

Program, 1996. 
Sigma Xi Ph.D. thesis award, 1998. 
Current Position: Postdoctoral Fellow, UCSD (Ethan Bier) 

Laura Warner; Department of Molecular and Human Genetics, 1994-1999, Ph.D. 1999. "Mutational analysis and 
elucidation of the molecular mechanisms resulting in human myelinopathies." 
N.I.G.M.S. predoctoral training grant. 

Current Position: Research Scientist, University of Washington 

Noah Shroyer; Cell and Molecular Biology Program, 1996.2001, Ph.D. 2001. "The photoreceptor-specific ATP- 
binding cassette gene, ABCR, in Mendelian and multifactorial retinal disease." 
N.E.I, predoctoral training grant fellowship. 

Claude W. Smith Award for outstanding research performance in the Cell and Molecular Biology, 
Programs, 1999. 

Current Position: Postdoctoral Fellow, Baylor College of Medicine (Huda Zoghbi) 

Christine J. Shaw; Department of Molecular and Human Genetics, 2001-2004, Ph.D. 2004. "DNA rearrangments 
by default or design? The role of genome architecture." 

Jiong Yan; Department of Molecular and Human Genetics, 1999-2004, Ph.D. 2004. "Modeling the Smith- 
Magenis contiguous gene syndrome - Del(17)pl 1 .2 - in mice". 

Jose Badano; Department of Molecular and Human Genetics, 2000-2004, Ph.D. 2004. "Elucidating the genetic 
and cellular basis of Bardet-Biedl syndrome." 
Fullbright Scholarship 



Erica Eichers; Department of Molecular and Human Genetics, 2000-. 
Mehrdad Khajavi; Department of Molecular and Human Genetics, 200 1-. 
Jennifer Lee; Department of Molecular and Human Genetics, 2002-. 
Patricia Fonseca; Department of Molecular and Human Genetics, 2002-. 
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Gabriel Bien-Willner; Department of Molecular and Human Genetics, Medical Scientist Training Program, 2003-. 
Jaya Visvanathan; Department of Molecular and Human Genetics, 2004-. 

MEDICAL STUDENT FELLOW: 

Charles M. Zaremba; Howard Hughes Research Training Fellowship for Medical Students, 2003-2004. 
THESIS COMMITTEES: 

Participated in Ph.D. committees of 16 graduates and of 15 current students. 

BIBLIOGRAPHY: 

(A.) Original Articles: 

1981 

1. Chaconas, G., de Bruijn, F.J., Casadaban, M., and Lupski, J.R., Kwoh, T.J., Harshey, R.M., DuBow, 

M.S., and Bukhari, A.I. (1981). In-vitro and in-vivo manipulations of bacteriophage Mu DNA: 
Cloning of Mu ends and construction of mini Mu's carrying selectable markers. Gene 13: 37-46. 

1982 

2. Lupski, J.R., Smiley, B.L., Blattner, F.R., and Godson, G.N. (1982). Cloning and characterization of the 

Escherichia coli chromosomal region surrounding the dnaG gene, with a correlated physical and 
genetic map of dnaG generated via transposon Tn5 mutagenesis. Molec. Gen. Genet. 755:120-128. 

3. Smiley, B.L., and Lupski, J.R., Svec, P., McMacken, R., Godson, G.N. (1982). Sequences of the 

Escherichia coli dnaG primase gene and regulation of its expression. Proc. Natl. Acad. ScL USA 
79:4550-4554. 

1983 

4. Lupski, J.R., Smiley, B.L., and Godson, G.N. (1983). Regulation of the rpsU-dnaG-rpoD 

macromolecular synthesis operon and the initiation of DNA replication in Escherichia coli K-12. 
Molec. Gen. Genet. 759:48-57. 

5. Lupski, J.R., Ozaki, L.S., Ellis, J., and Godson, G.N. (1983). Localization of a Plasmodium surface 

antigen epitope by Tn5 mutagenesis mapping of a recombinant cDNA clone. Science 220:1285- 
1288. 

1984 

6. Lupski, J.R., Gershon, P., Ozaki, L.S., and Godson, G.N. (1984). Specificity of Tn5 insertions into a 36 

nucleotide DNA sequence repeated in tandem seven times. Gene 30:99-106. 

7. Lupski, J.R., Ruiz, A. A., and Godson, G.N. (1984). Promotion, termination, and anti-termination in the 

rpsU-dnaG-rpoD macromolecular synthesis operon of E. coli K-12. Molec. Gen. Genet. 795:391- 
401. 
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1985 

8. Peacock, S., Lupski, J.R., Godson, G.N. and Weissbach, H. (1985). In vitro stimulation of Escherichia 

coli RNA polymerase sigma subunit synthesis by NusA protein. Gene 55:227-234. 

9. Bukhari, A.I., and Lupski, J.R., Svec, P. and Godson, G.N. (1985). Comparison of left-end DNA 

sequences of bacteriophages Mu and D108. Gene 55:235-239. 

1986 

10. Cudny, H., Lupski, J.R., Godson, G.N. and Deutscher, M.P. (1986). Cloning, sequencing and species 

relatedness of the Escherichia coli cca gene encoding the enzyme tRNA nucleotidyltransferase. J. 
Biol Chem. 261:6444-6449. 

1 1 . Lupski, J.R., Projan, S., Ozaki, L.S. and Godson, G.N. (1986). A temperature dependent pBR322 copy 

number mutant resulting from a TnJ position effect. Proc. Natl Acad. Sci USA, 55:7381-7385. 

1987 

12. Nesin, M., Lupski, J.R., Svec, P. and Godson, G.N. (1987). Possible new genes as revealed by 

molecular analysis of a 5.0 kb E. coli chromosomal region 5' to the macromolecular synthesis operon. 
Gene 55: 149-161. 

1988 

13. Nesin, M., Lupski, J.R., and Godson, G.N. (1988). Role of 5' upstream sequences and the tandem 

promoters in regulation of the rpsU-dnaG-rpoD macromolecular synthesis operon. J. Bacteriol 
770:5759-5764. 

1990 

14. Patel, P.I., Franco, B., Garcia, C, Slaugenhaupt, S.A., Nakamura, Y., Ledbetter, D.H., Chakravarti, A., 

and Lupski, J.R. (1990). Genetic mapping of autosomal dominant Charcot-Marie-Tooth disease in a 
large French- Acadian Kindred: Identification of new linked markers on chromosome \1. Am. J. Hum. 
Genet. 46:801-809. 

15. Lupski, J.R., Zhang, Y.H., Rieger, M., Minter, M., Shu, B., Doi, B.G., Koeuth, T. and McCabe, E.R.B. 

(1990). Mutational analysis of the E. coli glpFK region with TnJ mutagenesis and the polymerase 
chain reaction. J. Bacteriol 1 72:6129-6134. 

16. Nesin, M., Svec, P., Lupski, J.R., Godson, G.N., Kreiswirth, B. and Projan, SJ. (1990). Cloning and 

nucleotide sequence of a chromosomally encoded tetracycline resistance determinant, tetA(M), from 
a pathogenic, methicillin-resistant strain of Staphylococcus aureus. Antimicrobial Agents and 
Chemotherapy 34: 2273-2276. 

17. Patel, P.I., Garcia, C, Montes de Oca Luna, R., Malamut, R., Franco, B., Slaugenhaupt, S., Chakravarti, 

A. and Lupski, J.R. (1990). Isolation of a marker linked to the Charcot-Marie-Tooth disease type 
1A a gene by differential Alu PCR of human chromosome 17-retaining hybrids. Am. J. Hum. Genet 
47:926-934. 

1991 

18. Guzzetta, V., Montes de Oca-Luna, R., Lupski, J.R., and Patel, P.L (1991). Isolation of region-specific 

and polymorphic markers from chromosome 17 by restricted ^/w-PCR. Genomics 9:3 1-36. 
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19. Grompe, M., Versalovic, J., Koeuth, T., and Lupski, J.R. (1991). Mutations in the Escherichia coli 

dnaG gene suggest coupling between DNA replication and chromosome partitioning. J. Bacteriol 
773:1268-1278. 

20. Lupski, J.R., Montes de Oca-Luna, R., Slaugenhaupt, S., Pentao, L., Guzzetta, V., Trask, B.J., Saucedo- 

Cardenas, O., Barker, D.F., Killian, J.M., Garcia, C.A., Chakravarti, A., and Patel, P.I. (1991). DNA 
duplication associated with Charcot-Marie-Tooth disease type 1A. Cell 66:219-232. 

21. Franco, B., Lai, Li-Wen, Patterson, D, Ledbetter, D.H., Trask, B.J., van den Engh, G., Iannaccone, S., 

Frances, S., Patel, P.I. and Lupski, J.R. (1991). Molecular characterization of a patient with del(l) 
q23-q25. Hum. Genet. 57:269-277. 

22. Lupski, J.R., Garcia, C.A., Zoghbi, H.Y., Hoffmann, E.P., and Fenwick, R.G. (1991). Discordance of 

muscular dystrophy in monozygotic female twins: Evidence supporting asymmetric splitting of the 
inner cell mass in a manifesting carrier. Am. J. Med. Genet. 40:354-364. 

23. Versalovic, J., Keouth, T., McCabe, E.R.B. and Lupski, J.R. (1991). Use of the polymerase chain 

reaction (PCR) for physical mapping of E. coli genes. J. Bacteriol. 1 73:5253-5255. 

24. Hoffman, E.P., Garcia, C.A., Chamberlain, J.S., Angelini, C, Lupski, J.R., and Fenwick, R.G. (1991). . Is 

the carboxyl-terminus of dystrophin required for membrane association? A novel, severe case of 
Duchenne muscular dystrophy. Annals of Neurology 30:605-610. 

25. Greenberg, F., Guzzetta, V., Montes de Oca-Luna, R., Magenis, E., Smith, A.C.M., Richter, S.F., Kondo, 

L, Dobyns, W.B., Patel, P.I. and Lupski, J.R. (1991). Molecular analysis of the Smith-Magenis 
syndrome: a possible contiguous gene syndrome associated with del(17)(pl 1.2). Am. J. Hum. Genet. 
49:1207-1218. 

26. Versalovic, J., Koeuth, T., and Lupski, J.R. (1991). Distribution of repetitive DNA sequences in 

Eubacteria and application to fingerprinting of bacterial genomes. Nucl. Acids Res. 79:6823-6831. 

1992 

27. Subramanian, P., Versalovic, J., McCabe, E.R.B. and Lupski, J.R. (1992). Rapid mapping of E. 

coli: :Tn5 insertion mutations by REP-Tn5 PCR. PCR Methods and Applications 7: 187-194. 

28. Pentao, L., Lewis, R.A., Ledbetter, D.H., Patel, P.I. and Lupski, J.R. (1992). Maternal uniparental 

isodisomy of chromosome 14 associated with autosomal recessive rod monochromacy. Am. J. Hum. 
Genet. 50:690-699. 

29. Lupski, J.R., Wise, C. Kuwano, A., Pentao, L., Parke, J.T., Glaze, D.G., Ledbetter, D.H., Greenberg, F., 

and Patel, P.I. (1992). Gene dosage is a mechanism for Charcot-Marie-Tooth disease type 1A. 
Nature Genetics 7:29-33. 

30. Patel, P.I., Roa, B.B., Welcher, A., Schoener-Scott, R, Trask, B., Pentao, L., Snipes, G.J., Garcia, C.A., 

Francke, U., Shooter, E.M., Lupski, J.R., and Suter, U. (1992). The peripheral myelin protein gene, 
PMP-22, is a candidate for Charcot-Marie-Tooth disease type 1 A. Nature Genetics 7: 159-165. 

31. Guzzetta, V., Franco, B., Zhang, H., Saucedo-Cardenas, O., Montes de Oca-Luna, R., Greenberg, F., 

Chinault, A.C., Lupski, J.R. and Patel, PL (1992). Somatic cell hybrids, sequence tagged sites, 
simple repeat polymorphisms and yeast artificial chromosomes for physical and genetic mapping of 
proximal 17p. Genomics 73:551-559. 

32. Versalovic, J., Koeuth, T., Zhang, Y.H., McCabe, E.R.B. and Lupski, J.R. (1992). Quality control for 

bacterial inhibition assays: DNA fingerprinting of microorganisms by rep-PCR Screening 7:175- 
183. 

33. Woods, C.R., Versalovic, J., Koeuth, T., and Lupski, J.R. (1992). Analysis of relationships among 

isolates of Citrobacter diversus using DNA fingerprints, generated by repetitive sequence-based 
primers in the polymerase chain reaction (rep-PCR). J. Clin. Microbiol. 30:2921-2929. 

34. Pentao, L., Wise, C.A., Chinault, A.C., Patel, P.I. and Lupski, J.R. (1992). Charcot-Marie-Tooth type 

1A duplication appears to arise from recombination at repeat sequences flanking the 1.5 Mb 
monomer unit. Nature Genetics 2:292-300. 
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1993 

35. Lupski, J.R., Pentao, L., Williams, L.L. and Patel, P.I. (1993). Stable inheritance of the CMT1A DNA 

duplication in two patients with CMT1 and NF1. Am. J. Med. Genet 45:92-96. 

36. Versalovic, J., Kapur, V., Mason, E.O., Jr., Shah, U., Koeuth, T., Lupski, J.R., and Musser, J.M. (1993). 

Penicillin-resistant Streptococcus pneumoniae strains recovered in Houston: Identification and 
molecular characterization of multiple clones. J. Infect. Dis., 767:850-856. 

37. Versalovic, J., Koeuth, T., Britton, R., Geszvain, K., and Lupski, J.R. (1993). Conservation and 

evolution of the rpsU-dnaG-rpoD macromolecular synthesis operon in eubacteria. Molecular 
Microbiology 5:343-355. 

38. Roa, B.B., Garcia, C.A., Suter, U., Kulpa, D.A., Wise, C.A., Mueller, J., Welcher, A.A., Snipes, G.J., 

Shooter, E.M., Patel, P.L, and Lupski, J.R. (1993). Charcot-Marie-Tooth disease type 1A: 
Association with a spontaneous point mutation in the PMP22 gene. N. Engl. J. Med. 52P:96-101. 

39. Woods, C.R., Versalovic, J., Koeuth, T., and Lupski, J.R. (1993). Whole cell rep-PCR allows rapid 

assessment of clonal relationships of bacterial isolates. J. Clin. Microbiol. 31:1 927- 1931. 

40. Kaku, D.A., Parry, G.J., Malamut, R., Lupski, J.R. and Garcia, C.A. (1 993). Nerve conduction studies in 

Charcot-Marie-Tooth polyneuropathy associated with a segmental duplication of chromosome 17. 
Neurology 43:1806-1808. 

41. Zori, R.T., Lupski, J.R., Zhang, EL, Greenberg, F., Killian, J.M., Gray, B.A., Driscoll, D.J., Patel, P.L, 

and Zackowski, JL. (1993). An infant with Smith-Magenis syndrome born from a mother having a 
mosaic 1 7p 1 1 .2p 1 2 deletion. Am. J. Med. Genet. 4 7:504-5 1 1 .. 

42. Roa, B.B., Garcia, C.A., Pentao, L., Killian, J.M., Trask, B.J., Suter, U., Snipes, G.J., Shooter, E.M., 

Patel, P.L, and Lupski, J.R. (1993). Evidence for a recessive PMP22 point mutation in Charcot- 
Marie-Tooth disease type 1 A. Nature Genetics 5: 189-194. 

43. Wise, C.A., Garcia, C.A., Davis, S., Zhang, H., Pentao, L., Patel, P.L, and Lupski, J.R. (1993). 

Molecular analyses of unrelated Charcot-Marie-Tooth disease patients reveal a high frequency of the 
CMT1A duplication. Am. J. Hum. Genet 55:853-863. 

44. Roa, B.B., Dyck, P.J., Marks, H.G., Chance, P.F., and Lupski, J.R. (1993). Dejerine-Sottas syndrome 

associated with point mutation in the PMP22 gene. Nature Genetics 5:269-273. 

45. Kaku, D.A., Parry, G.J., Malamut, R, Lupski, J.R. and Garcia, C.A. (1993). Uniform slowing of 

conduction velocities in Charcot-Marie-Tooth polyneuropathy type 1. Neurology 43:2664-2667. 

46. Versalovic, J. and Lupski, J.R. (1993). The Haemophilus influenzae dnaG sequence and conserved 

bacterial primase motifs. Gene 755:281-286. 



1994 

47. Chance P.F., Abbas, N., Lensch, M.W., Pentao, L., Roa, B.B., Patel, P.L and Lupski, J.R. (1994). Two 

autosomal dominant neuropathies result from reciprocal DNA duplication/deletion of chromosome 
17. Human Molecular Genetics 3:223-228. 

48. Leppert, M., Baird, L., Anderson, K., Otterud, B., Lupski, J.R., and Lewis, R.A. (1994). Bardet-Biedl 

syndrome links to DNA markers on chromosome llq and is genetically heterogeneous. Nature 
Genetics 7:108-112. 

49. Matise, T.C., Chakravarti, A., Patel, P.L, Lupski, J.R., Nelis, E., Timmerman, V., van Broeckhoven, C, 

and Weeks, D.E. (1994). Detection of tandem duplications and implications for linkage analysis. 
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PATENTS: UNITED STATES: 5,294,533 (issued 03/15/94); 5,306,616 (issued 04/26/94); 5,523,217 (issued 
06/04/96); 5,599,920 (issued 02/04/97); 5,667,968 (issued 09/16/97);5,780,223 (issued 07/14/98); 6,132,954 
(issued 10/19/00); 6,713,000 (issued 03/30/04). EUROPEAN: 0424473 (issued 05/08/96), 0610396 (issued 
01/17/01). AUSTRALIAN: 633495 (issued 04/05/89). CANADIAN: 1,340,796 (issued 10/19/99), 2,048,450 
(issued 06/13/00), GERMAN: 69231646.9-08 (issued 01/17/01 ). 

SELECTED PUBLICATIONS : [selected from 324 Publications (total impact = 10,269 citations as of August 
2004; * Cited: >1 00, **>500 times); 75 peer reviewed original articles in last 5 years] 

**1 .. Lupski, J.R., Montes de Oca-Luna, R., Slaugenhaupt, S., Pentao, L., Guzzetta, V., Trask, B.J., Saucedo- 
Cardenas, O., Barker, D.F., Killian, J.M., Garcia, C.A., Chakravarti, A., and Patel, P.I. (1991). DNA 
duplication associated with Charcot-Marie-Tooth disease type 1 A. Ce//, 66:21 9-232. 

**2. Versalovic, J., Koeuth, T., and Lupski, J.R. (1991). Distribution of repetitive DNA sequences in 
Eubacteria £nd application to fingerprinting of bacterial genomes: Nuci Acids Res. 79:6823-6831. 

* 3. Lupski, J.R., Wise, C. Kuwano, A., Pentao, L., Parke, J.T., Glaze, D.G., Ledbetter, D.H., Greenberg, F., 

and Patel, P. I. (1992). Gene dosage is a mechanism for Charcot-Marie-Tooth disease type 1A. 
Nature Genetics ?:29-33. 

* 4. Pentao, L, Wise- G.A., Chinault, A.C., Patel, P.I. and Lupski, J.R. (1992). Charcot-Marie-Tooth type 1A 

duplication appears to arise from recombination at repieat sequences flanking the 1.5 Mb monomer 
unit. Nature Genetics 2:292-300. 

* 5. Roa, B;B., Garcia, C.A., Suter, U., Kulpa, D.A., Wise, C.A., Mueller, J., Welcher, A.A., Snipes, G.J., 

Shooter, E M. , Patel, P.I., and Lupski, J.R. (1993). Charcot-Marie-Tooth disease type 1A: 
Association with a spontaneous point mutation in the PMP22 gene. N Engl. J. Med. 329:96-101 . 
: * 6. Roa, B.B., Dyck, P.J:, Marks, H.G., Chance, P.F., and Lupski/ J.R. (1993). Dejerine-Sottas syndrome 
associated with point mutation in the PMP22 gene. Nature Genetics 5:269-273. 

* 7. Reiter, L.T., Murakami, T., Koeuth, T., Pentao, L, Muzny, D., Gibbs, R.A., Lupski, J.R. (1996). A 

■,; recombination hotspot responsible for two inherited peripheral neuropathies is located near a manner 
transposon-like element. Nature Genetics 72:288-297. 

* 8. Warner, L.E., Hilz, M.J., Appel, S.H., Killian, J.M., Kolodny, E.H., Karpati, G., Carpenter, S., Watters, G.V., 

Wheeler, C, Witt, D., Bodell, A., Nelis, E., vain Broeckhoven, C, Lupski, J.R. (1996). Clinical 
phenotypes of different MPZ (P 0 ) mutations include Charcot-Marie-Tooth type 1B, Dejerine-Sottas 
and congenital hypomyelination. Neuron 1 7:451 -460. 

* 9. Allikmets, R., Singh, N., Sun, H„ Shroyer, N.F., Hutchinson, A., Chidambaram, A., Gerrard, B., Baird, L., 

Stauffer, D., Peiffer, A., Rattner, A., Smallwood, P., Li, Y., Anderson, K.L., Lewis, R.A., Nathans, J., 
Leppert, M., Dean, M., and Lupski, J.R. (1997). A photoreceptor cell-specific ATP-binding 
transporter gene (ABCR) is mutated in recessive Stargardt macular dystrophy. Nature Genetics 
75:236-246. Correction Nature Genetics 17:22. 

*10. Allikmets, R., Shroyer, N.F., Singh, N., Seddon, J.M., Lewis, R.A., Bernstein, P., Peiffer, A., Zabriskie, N., 
Li, Y., Hutchinson, A., Dean, M., Lupski, J.R., and Leppert, M. (1997). Mutation of the Stargardt 
disease gene (ABCR) in age-related macular degeneration. Science 277:1805-1807. 

*1 1 . Chen, K.-S., Manian, P., Koeuth, T., Potocki, L, Zhao, Q., Lee, C.C., Chinault, A.C., Lupski, J.R. (1997). 
Homologous recombination between a flanking repeat gene cluster is a mechanism for a common 
contiguous gene deletion syndrome. Nature Genetics 77:154-1 63. 

*12. Lupski, J.R. (1998). Genomic disorders: structural features of the genome can lead to DNA 
rearrangements and human disease traits. Trends in Genetics 1 4:41 5-420. 
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*13. Warner, L.E., Mancias, P., Butler, I.J., McDonald, C, Keppen, L, Koob, G., and Lupski, J.R. (1998). 
Mutations in the early growth response 2 (EGR2) gene are associated with hereditary myelinopathies. 
Nature Genetics 78:380-382. 

14. Potocki, L, Chen, K.-S., Park, S.-S., Osterholm, D.E., Withers, M.A., Kimonis, V., Summers, A.M., 

Meschino, W.S., Kashork, CD., Shaffer, L.G., and Lupski, J.R. (2000). Molecular mechanism for 
duplication 17p1 1 .2 - the homologous recombination reciprocal of the Smith-Magenis microdeletion. 
Nature Genetics 24:84-87. 

15. Katsanis, N., Beales, P.L, Woods, M.O., Lewis, R.A., Green, J.S., Parfrey, P.S., Ansley, S.J., Davison, 

W.S., and Lupski, J.R. (2000). Mutations in MKKS cause obesity, retinal dystrophy and renal 
malformations associated with Bardet-Biedl syndrome. Nature Genetics 26:67-70. 

16. Boerkoel, C.F., Takashima, H., Stankiewicz, P., Garcia, C, Leber, S., Rhee, L., Lupski, J.R. (2001). 

Periaxin mutations cause recessive Dejerine-Sottas neuropathy. Am. J. Hum. Genet 68:325-333. 

17. Inoue, K., Dewar, K., Katsanis, N., Reiter, L.T., Lander, E.S., Devon, K.L., Wyman, D.W., Lupski, J.R. & 

Birren, B. (2001)., The 1.4 Mb CMT1A duplication/HNPP deletion genomic region reveals unique 
genome architectural features and provides insights into the recent evolution of new genes. Genome 
Research ff:1018-1033. 

18. : Katsanis, N., Worley, K.C., and Lupski, J.R. (2001). A 12-month evaluation of the draft human, genome 

sequence. Nature Genetics 29:88-91. 

19. Katsanis, N., Ansley, S.J., Badano, J.L., Eichers, E.R., Lewis, R.A., Hoskins, B., Scambler, P.J., 

; Davidson, W.S., Beales, P.L., Lupski, J.R. (2001 ). Evidence for triallelic inheritance in Bardet-Biedl 
syndrome, a Mendelian recessive disorder. Science. 293:2256-2259. 
20: Boerkoel, C.F., Takashima, H., John, J., Yan, J., Stankiewicz, P., Rosenbarker, L., Andre, J.-L., 
^Bogdanovic, R., Burguet, A., Cockfield, S., Cordeiro, I., Frund, S., lilies, P., Joseph, M., Kaitila, I., 
. ; Lama, G., Lbriat, C, McLeod, D.R., Miiford, D., Petty, E.M., Rodrigo, F., Saraiva, J.M., Schmidt, B., 
Smith, G.C., Spranger, J., Stein, A., Thiele, H., Weksberg, R., Lupski, J.R., and Stockton, D.W. 
(2002). Mutant chromatin remodeling protein SMARCAL1 causes Schimke immuno-osseous 
dysplasia. Nature Genetics 30:215-220. 

21. Takashima, H., Boerkoel, C.F., John, J., Saifi, G.M., Salih, M.A.M., Armstrong, D., Mao, Y., Quiocho, 

FA, Roa, B.B., Nakagawa, M., Stockton, D.W., and Lupski, J.R. (2002) Mutation of Tdp1, a 
topoisomerase l-dependent DNA damage repair enzyme, in spinocerebellar ataxia with axonal 
neuropathy. Nature Genetics 32:267-272. 

22. Stankiewicz, P., Shaw, C.J., Dapper, J.D., Wakui, K., Shaffer, L.G., Withers, M., Elizondo, L., Park, S.-S., 

and Lupski, J.R. (2003). Genome architecture also catalyzes non-recurrent chromosomal 
rearrangements. Am. J. Hum. Genet 72:1101-1116. 
23v; Walz, K., Caratini-Rivera, S., Bi, W., Fonseca, P., Mansouri, D., Lynch, J., Vogel, H., Noebels, J., 
.Bradley, A., r and Lupski, J.R. (2003). Modeling del(17)p1 1.2 and dup(17)p1 1.2 contiguous gene 
syndromes by chromosome engineering in mice: Phenotypic consequences of gene dosage 
imbalance. Molecular and Cellular Biology 23:3646-3655. , 

24. Lupski, J.R. and Tsui, L.-C. (2003) Overview, Genetics of Disease - Homo sapiens as a model 

organism. Current Opinions in Genetics and Development 73:221-222. 

25. Bi, W., Park, S.-S., Shaw, C.J., Patel, P.I., and Lupski, J.R. (2003). Reciprocal crossovers and a 

positional preference for strand exchange in recombination events resulting in deletion/duplication 
17p11.2. Am. J. Hum. Genet 73:1302-1315. 

26. Barbouti, A., Stankiewicz, P., Birren, B., Nusbaum, C, Cuomo, C, Cook, A., Hoglund, M., Johansson, B., 

Hagemeijer, A., Park, S.-S., Mitelman, F., Lupski, J.R., and Fioretos, T. (2004). The breakpoint 
region of the most common isochromosome, i(17q), in human neoplasia is characterized by a 
complex genome architecture with large palindromic low-copy repeats. Am. J. Hum. Genet. 74:1-10. 

27. Shaw, C.J., Shaw, C.A., Yu, W., Stankiewicz, P., White, L.D., Beaudet, A.L., and, Lupski, J.R. (2004). 

Comparative genomic hybridization using a proximal 17p BAC/PAC array detects rearrangements 
responsible for four genomic disorders. J. Med. Genet. 47:113-119. 

28. Inoue, K., Khajavi, M., Oyama, T., Hirabayashi, S.-i., Wilson, J.; Reggin, J.D., Mancias, P., Butler, I.J., 

Wilkinson, M.F., Wegner, M., and Lupski, J.R. (2004). Molecular mechanism for distinct neurological 
phenotypes conveyed by allelic truncating mutations. Nature Genetics 36:361-369. 
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RESEARCH PROJECTS ONGOING OR COMPLETED DURING THE LAST 3 YEARS: 



LUPSKI, J.R. 
ACTIVE 

(1) R01 (NS27042, years 13-16) Lupski (PI) 01/01/02 - 12/31/05 25% 
NIH/NINDS $319,773 

"CMT peripheral neuropathy: IV. Genes and Pathogenesis" 

The objective of this project is to further determine the mechanistic basis of the CMT1 A duplication, the 
novel and most common (>70%) mutational mechanism for CMT1 . One focus is on the recombination 
hotspot associated with the unequal crossing over between flanking repeats (CMT1 A-REPs). Further 
aims seek to identify additional genes responsible for CMT. 

(2) P01 (HD39420, years 1-5) Lupski (PI) 06/1 1/01 - 06/10/06 25% 
NIH/NICHD $165,505 (Project II 20% + Admin. Core 5%) 
"Chromosome Rearrangements and Mental Retardation" 

This program consists of 4 projects and 2 cores investigating the molecular mechanisms for 
chromosomal rearrangements. Three separate projects study (i) balanced translocation, (ii) interstitial 
deletion, and (iii) terminal deletion with a fourth project examining nonhuman primate genome 
sequences involved in constitutional chromosomal rearrangements. 

(3) R01 (EY1 3255) Lupski (PI) 09/05/2002- 08/31/2006 30% 
NIH/NEI 

"ABCR, macular dystrophies and degeneration" $324,601 

The major goals of this project are to investigate the functional consequences of complex alleles and 
further explore our proposed model of "retinopathy severity relation to ABCR residual activity" by 
identifying ABCR mutations in patients manifesting a range of macular dystrophies. 

(4) 5 R01 DE1 521 0-02 Lupski (PI) 05/01 /2003 - 04/30/2007 1 0% 
NIH/NIDCR $250,000 

"Molecular basis of the craniofacial anomalies in SMS" 

The goal of this project is to identify the genetic bases for the craniofacial features of SMS and to 
elucidate the pathological mechanisms of these defects. The information gained from these studies 
could be used to develop new methods for diagnosis and understand better the molecular mechanism 
of craniofacial defects in other malformation syndromes. 

(5) Lupski (PI) 06/01/01 - 05/31/04 2% 
March of Dimes Birth Defects Fnd. (years 1 -4) $85,764 

"Identification of Genes Responsible for Bardet-Biedl Syndrome" 

The major goals of this project are to identify gene(s) for Bardet-Biedl syndrome. 

(6) T32 (GM07330) Lupski (Director) 07/01/77 - 6/30/05 2% 
NIH/NIGMS , ^ $572,793 

"Medical Scientist Training Program" 

(7) R01 (EY1 1780, years 1-5) Bejjani (PI) 12/01/00 - 1 1/30/05 0% 
Lupski (Consultant, no salary support) $225,000 

NIH/NEI 

"A genetic approach to the role of CYP1B1 in PCG" 

The objective of this project is to understand the molecular mechanism for Primary Congenital 
Glaucoma caused by recessive CYP1B1 loss-of-function mutations and to map and identify a modifier 
locus in the Saudi Arabian population. 
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